a homozygous deletion of 8815 bp in both siblings with break points in introns 11 and 13 resulting in loss of exons 12 and 13 (Figure 2A and B). Further examination of the region showed a 34-bp repeat (differing by only 1 bp) flanking the break points, suggesting homologous recombination as the mechanism for generating this deletion. The predicted result of this deletion would be that exon 11 splices directly to exon 14 and remains in frame, resulting in a protein of 685 amino acids, compared with the wild-type protein of 829 amino acids ( Figure 2E ). This was confirmed using complementary DNA from patient and control lymphocytes and sequencing the products ( Figure 2C and D).
Bilateral Ophthalmic Artery Occlusions Due to Probable Varicella-Zoster Virus Vasculopathy
V aricella-zoster virus (VZV) vasculopathies account for almost one-third of arterial ischemic strokes in children.
1 Visual complications are rare, with previous reports occurring secondary to unilateral central retinal artery 2 or posterior ciliary artery 3 occlusion. We describe the first case, to our knowledge, of an immunocompetent child who became blind due to bilateral ophthalmic artery occlusions secondary to probable VZV vasculopathy.
Report of a Case.
A 6-year-old boy visited his local emergency department with a history of sudden painless bilateral visual loss. He was otherwise in good health apart from a history of chickenpox 8 weeks previously. His father had been treated for culture-negative mediastinal tuberculosis a year earlier. Initial examination in the emergency department showed visual acuity of counting fingers OU, a moderate bilateral panuveitis, and diffuse bilateral retinal edema with sheathing of both retinal arteries and veins. The optic discs were not swollen. Neurological examination findings were otherwise normal. Initial management aimed to treat a possible tuberculosis optic neuropathy and/or vasculopathy, using oral prednisolone, rifampin, pyrazinamide, and isoniazid. Initial investigations showed no abnormality on hematology and biochemistry tests of peripheral blood. Cytomegalovirus and VZV IgG were both detected on testing of serum, but polymerase chain reaction results for the respective DNA were negative. Comment. Vasculopathy caused by VZV can occur after both reactivation (zoster) and primary VZV infection and may involve both large and small cerebral arteries. 4 Visual loss, previously reported to affect only the posterior ciliary artery 2 and central retinal artery 3 unilaterally, is rare but devastating. Branch retinal arterial occlusions in an immunocompetent adult have been reported in association with posterior uveitis and the presence of VZV DNA detected in the vitreous by polymerase chain reaction. 5 However, VZV IgG and VZV DNA were absent in the cerebrospinal fluid in that case and subsequent investigations confirmed isolated ocular involvement.
Detection of VZV IgG in the cerebrospinal fluid has been shown to be a more sensitive and specific marker for the diagnosis of VZV vasculopathy compared with detection of VZV DNA by polymerase chain reaction alone, 4 where a negative result does not exclude the diagnosis. 4 The diagnosis in the present case was challenging owing to the absence of cerebrospinal fluid pleocytosis (present in one-third of cases 6 ) and the presence of normal brain magnetic resonance imaging findings (unusual in VZV vasculopathy 3 ). Prompt diagnosis of VZV vasculopathy is crucial, with an untreated mortality rate reported at 25%. 7 Although ocular complications may be irreversible after several weeks, treatment with systemic acyclovir may prevent further neurological complications and loss of life. 
